J. Inher. Metab. Dis. 17 (1994) 761-766 


© SSIEM and Kluwer Academic Publishers. Printed in the Netherlands 


Author Index to Volume 17 


Abeling, NGGM__ 130, 142, 196, 339, 642 


Abu-Ras,MT 16 
Addison,G M 333 
Aerts, J MFG _ 85, 459 
Agostini, C 247, 630, 710 
Aikawa,J 621 
Akhunov, VS_ 104 
Allen, J T 23 

Allen, R 356 

Allsop, J 27, 487 
Amaral,O 85 
Ananthakrishnan, R 756 
Andresen, B S_ 169, 275 
Andresen, J 575 
Andrian, T 374 
Anikster, Y 664 
Aparicio, M 724 
Applegarth,D A 330, 342, 627 
Arenas, J 634 
Arslan-Kirchner, M 319 
Awata,H 189, 616 
Azen,C 353 


Bachir Bioukar, El 41 
Bakker, HD 130, 142, 196, 640, 642 
Balamurugan, K 295 
Baldissera,I 93 
Bamforth, FJ 330 
Bamforth,J S 330 
Banderali,G 710 
Barash, V 298 
Bardet, J 758 
Baric,I 376 

Bart,G 93 

Barton, NW _ 510 
Bashan, N_ 16 
Baudysova,M 249 
Baumann, C 732 
Bautista, J 634 
Bébin, B 252 

Belli, R 630 
Benlloch, T 116 
Bennett, MJ 81, 283 
Berant,M 667 
Berenstein, T 16 
Berger,R 470 
Bergomi, P 243 


Berlin, Jr, CM 645 
Bernard, A 748 
Besley,GTN 333 
Biasucci,G 247, 630,710 
Bielicki,J 89 

Billette de Villemeur, T 758 
Blackensee, D 755 
Blau,N 223 

Blok, RB 521 
Blom,HJ i159 
Boers,GHJ 159 

Van den Bogert,C 459 
Bolund,L 169, 275 
Bomers, K 287 
Borrone,C 112 
Boutron, A 271 
Brady,RO 510, 545 
Brandt, NJ 287 
Brivet, M 271 

Bross, P 169, 275 
Brown,GK 448 
Brunner,HG 339 
Burgard, P 362 
Burlina, AB 283, 652 
Bum,J 421 

Busch,H FM _ 196 
Bykov, IL 678 
Byme,E 521 


Cabalska, B 242 
Cabello,ML_ 115 
Campistol, J 704 
Campos, Y 634 
Candito, M 252 
Carrara, F 301 
Carreau, J-P 41 
Carta, M 756 
Cassidy,S B 291 
Cattanach,B M 403 
Cazgan,AL 244 
Cederbaum,S D 566 
Cerone,R 652 
Chabas, A 724 
Chadefaux,B 638 
Chalmers,R A 751 
Chambon, P 252 
Chang,RJ 566 


761 





762 


Chard,C R 333 
Chazalette, J-P 252 
Chen,RG_ 163 
Christensen, E 169, 287, 311 
Christomanou,H 93 
Chuang, S-C 255 
Clayton, PT 211, 533 
Cleary, MA 345 
Coelho, JC 223 
Colamaria, V 301 
Coll, MJ 724 
Colmenares, AR 366 
Colombo, J P 349 
Conde,C 115 
Conzelmann, E 527 
Coskun, T 371, 373 
Couriel,J C 345 
Craig,1W 391 
Crigler,J FJr 234 
Cromby,C H 81 

de la Cruz, F 353 


Dahl, H-H M_ 521 
Dalmau,J 115 
Dalton, NR 323 
Danner, DJ 3 
Danpure,C J 27, 487 
Das,GP 230 
Daune-Anglard,G 691 
Dekker, C 315 
Demaugre, F 271 
Deschatrette,J 41 
Desviat, LR 366, 377 
Devivo,D C 27 
Diamond,G 652 
DiDonato,S 243 
Dionisi-Vici,C 652 
von Débeln, U- 185 
Docherty, P W 751 
Dominguez,C 115 
Donnai,D 442 
Dorche,C 638 
Dorland,L 470 
Dubois, R 756 
Duran, M 738 
Dutra-Filho,C S_ 223 


von Eckhardstein, H 349 
Eckhardt, S 533 
Eda, Y 616 

Eguchi, T 560 
Eisensmith,R C 372 
Elleder,M 118 
Elpeleg, ON 664 
Endo, F_ 189, 616 
Endres, W 753 
Erasmus, E 738 
Erbay, A 371 
Erdem, H 373 

Eto, Y 718 


J. Inher. Metab. Dis. 17 (1994) 


Author Index to Volume 17 


Fairbanks,L D_ 133, 135 
Faria, MS 632 
Fekete,G 323 
Fensom, AH 323 
Ferraci, J-P 252 

von Figura, K 500, 541 
Filocamo,M_ 112 
Fingerhut, R 527 
Fiocchi, A 710 
Fisch,RO 356 
Fortina, P 652 
Fournier, B 470 
Francois, B 369, 645 
Franken, DG_ 159 
Friedman, E 353 
Fryer, P 27, 487 
Fujioka, M 678 
Fukuda,S 601 
Fiinders,B 349 


Gao,GP 295 

Garavaglia,B 301, 527 
Garcia, AM 115 

Garcia, LV 116 

Garcia, MJ 366, 377 

Garcia Fuentes,M_ 116 
Gartner, J 327 

Gellerich, F 307 

van Gennip, AH 130, 142, 339, 640, 642 
van Gennip, AJ 196 
Gibson, K M_ 391, 732 
Gieselmann, V 500 
Giovannini, M 247, 630, 710 
Giugliani, R 223 

Gnaiger,E 307 

Golabek, AA 205 
Goldenthal, MJ 756 

Goldin, E 545 

Gomes, L NF 632 
Grauffel,C 691 
Gregersen,N 169, 275 
Griffiths, S 27 

Grody, WW 566 

Groke, K 753 

Gu,J 756 

Guardamagna,O 652 
Guldberg, P 359, 374, 575, 645 
Gutierrez-Rivas,E 634 
Giittler, F 359, 374, 575, 645 
Guttridge, K M27 


Hagenfeldt,L 185, 215 
Hall, CM 533 
Halliday, D 74 
Hanefeld, F 541 
Hanley, WB 353 
Hansikova,H 249 
Harada, Y 560 
Harrison, J R 554 





Author Index to Volume 17 


Harzer,K 118 
Hascall, VC 545 
Hase, Y 156, 163 
Hashimoto, T 41 
Hayashi, J-1 606 
Heales, SJR 74 
Heaney, M 345 
Heidenreich, R 652 
Heng Ng,K 41 
Henriksen, K F 645 
Henriksen,O 575 
Herbert, MA_ 211 
Herrmann, FH 89 
Herrod,HG 250 
Hoffmann, GF 263 
Holton, J B 23 
Hopwood,JJ 89 
Hori, T 601 

Horn, N 267 
Horvath, V AP 315, 336 
Hou, J-W 759 
Houstek, J 249 
Houstkova,H 249 
Hsiao, KJ 163 
Hughes, J MB 135 
Hunnemann, D 319 
Hurter, P 319 

Hwu, W-L 255 


Imai, Y 545 

Imamura, T 163 
Iolascon, A 652 
Iselius,L 215 
Isshiki,G 156, 163, 593 


Jakobs,C 287, 319, 664, 732 
Jardim, LB 223 

Jennings, P R 27, 487 
Jensen, TG 169 
Jenson,JAL 196 

Johnson, DW 554 

Jones,J 403 


Kamoun, P_ 758 
Kaneski,C R545 
Kapsa,R 521 
Kaul, R 295, 356 
Kaur, M 230 
Kawamura,!I 560 
Keevill, NJ 23 
Kennaway,NG 291 
Kennedy, C R 323 
Ketting, D 738 
Kida, E 205 
Kidouchi, K 611 
Kiess, W151 
Kikawa, Y 678 
Kim, KH 123 
Kirk, J M_ 120 
Kishi, T 560 


Kitano, A 189 
Klement, P 249 
Knauer,R 541 
Knédgen,B 691 
Knudsen, I 275 
Kobayashi,M 611 
Koch, R 353, 645 
Kglvraa,S 169, 275 
Kondo,N_ 601 
Konecki, DS_ 62, 376 
Krageloh-Mann,I 575 
Krasnopolskaya, X D 104 
Kraus, J P 383 
Krawinkel,MB 636 
Kreysing, J 500 

Krijt, J 133 

Kumar Pejaver,R 749 
Kwon,BS_ 123 


Lacerda, L 85 

van Laer, P 315 
Laforenza, U 667 
Lanznaster, N 307 
Laskowska-Klita, T 242 
Lecoutere,D 315 
Ledvinova, J 118 
Lee, D-H 156 

Lee, HJ 126 
Lee,KJ 126 

Lee, YS 123 
Lehle,L 541 
Lehnert, W_ 169, 636 
Lemonnier, A 271 
van Lenthe,H 130 
Leonard,J V 74, 254 
Levy, HL 342, 645 
Levy,J 16 

Lewis, MA 333 
Lichter-Konecki, U 362, 376 
Lin,C Y 145 
Lipinska, LL 242 

van Lith, T 67 

Liu, TT 163 

Liu, Y Y 678 
Llabrés, J 634 
Lorenz,B 151 
Lorenzo,G 634 
Lou,HC 575 
Lozano,MJ_ 116 
Luder, A 298 
Luotti,D 247,710 
Lyonnet,S 169 


MacCollin, M 27 
Machill,G 89 
Maekawa, K 718 
Mandel, H 667 
Mandon,G 748 
Mann,G_ 120 
Manning, NJ 81, 279 


J. Inher. Metab. Dis. 17 (1994) 





764 


MardeSi¢, D 376 
Marin-Garcia, J 756 
Marques, JMS 641 
Martinez-Pardo, M 366 
Marzuki,S 521 
Massoud, AF 74 
Matalon, R 295, 353, 356 
Maté,M 372 
Mateos, FA 138 
Mathieu, M_ 252, 748 
Matsuda,I 189, 611, 616 
Matz,D 566 
Mayatepek, E 263 
Meisner, I 16 
Michals, K 353, 356 
Mienie,L J 738 
Miller, K 319 

Sa Miranda, MC 85 
Mirenburg, TV 104 
Mistry, J 751 
Mitchell,G A 291 
Miyabayashi,S 606 
Moon,HR_ 126 
Moser, AB 27 
Moser, H W 27 
Moses,S W_ 16 
Mowat, AP 323 
Mpofu,C 755 
Murakami, H 593 
Murray,GJ 510 
Muss, W_ 153 


Naidu, S 27 

Nakai, A 678 

Nakamura, K 616 
Nakashima, Y 601 
Narisawa, K 560, 611, 621 
Neto, JB 632 

Nijenhuis, AA 642 

Noro, T 621 

Norton, WA 554 
Nuoffer,J M 60 


Oberwittler,C 349 
Obie, C 327 

Ogier,H 271, 732 
Ohashi, T 718 

Okano, Y_ 156 

Oldigs, HD 636 

de Oliveira, MLC 632 
Olpin,S E 279 

van Oost,B A 339 
Orban, T 755 

Orii, T 601 

Oura,T 156, 163 
Overmars, H 142, 339 
Ozalp,1 371, 373 
Ozgiic, M 371, 373 


Panagiotis, NM 566 


J. Inher. Metab. Dis. 17 (1994) 


Author Index to Volume 17 


Parano,E 244 
Parini,R 652 
Park, KC 123 
Parrella, T 652 
Parvy, P 638, 758 
Paschke,E 93 
Pataki, L 372 
Patel, JS 254 
Patrini,C 667 
Pavone,L 244 
Peinemann, F 3 
Péni¢ékova, V 118 
Pentchev,PG 545 
Pérez, B 366, 377 
Pérez-Cerda, C 661 
Perteagudo,L 704 
Petrosky, A 356 
Petruschka,L 89 
Pfammatter,J P 60 
Philipaert, LL 369 
Pietsch,M 349 
Pilz, P 153 

Pinto, R 85 
Pleschko,B 628 
Pléchl, E 153 
Podskarbi, T 149, 153 
Poggi, V 667 
Poil-The,B T 470 
Pollitt, RJ 81,279 
Polten, A 500 
Ponzone, A 652 
Popescu, A 374 
Potashnik,R 16 
Poulos, A 554 
Poupétova,H 118 
Puig, JG 138 
Purdue,PE 487 
Puttinger,R 153 


Rabier,D 758 

Raby, R B_ 250 
Rahman,S 74 

Ramos Alves, J 638 
Ramschak,H 628 
Rappaport, E 652 
Raus,J 369 
Reichardt,J 149 
Reichmann, H 427 
Reiter, K 151 
Rimoldi,M 243, 301 
Rindi,G 667 

Riva, E 247, 630, 710 
Rizzo, WB 112 
Robertson, EF 554 

Di Rocco,M_ 112 
Rodriguez Diaz,E 724 
Rodriguez Soriano, J 704 
Rodriguez-Pombo, P_ 661 
Rolland, M-O 41, 748 
Romeo, A 243 





Author Index to Volume 17 


van Rooyen,J G 738 
Rosenberg, T 287 
Rosenblatt, DS 560 
Rossier, E 732 
Rottoli, A 247 
Rouse, B 353 

Rubio Gozalbo, ME 640 
Ruitenbeek, W 67 
Ruiter, J PN 304 
Rupp, A 362 
Ryynadnen,M 626 


Sakazaki, H 593 
Sakura, N 560 

Sala,M 710 

Salamon, MB 311 
Sanjurjo Crespo, P 704 
Santer,R 636 

Sarhan,S 691 
Sarnavgka, V 376 
Sartore,M 652 
Saudubray, J-M_ 169, 271, 470, 758 
Schaub, J 636 

Schmidt, H 362 
Schmitz, W 527 
Scholte, HR 196 
Schranzhofer, R 307 
Schuler, A 372 
Schutgens,R BH _ 60, 315, 319, 533, 626 
von Schutz,M 319 
Schwartz,M 311 
Seaver, LH 291 

Sebag, F 252 

Sebesta,I 133 
Sedlmayr, P 628 
Seidlitz,G 89 

Seiler, N 691 
Sengers,R 67 

Seo,JK 126 

Shaag, A 664 
Sherwood, WG _ 283 
Shieh,J J 145 
Shigematsu, Y 156, 678 
Shimozawa, N_ 601 
Shin, YS 149, 151, 153 
Shintaku, H 163 
Shovling, CL 135 
Simmonds, H A_ 133, 135 
Simoni, RE 632 
Skladal, D 307, 753 
Slama, A 271 

Smeitink, J AM_ 67, 470 
Somogyi, C 372 

Spahr, A 60 

Spark, RP 291 
Speer,G 753 

Sperl, W 93, 307, 753 
Steichen-Gersdorf, E 93 
Steinberg, SJ 323 
Stéckler,S 628 


Strachan, T 430 
Straehli, F 41 
Stratton, D 751 
Stroomer, AEM _ 130, 142 
Sudo,M_ 678 
Sugiyama,N 611 
Sukegawa, K 601 
Sullivan, D 356 
Surrey,S 652 
Suzuki, K 593 
Suzuki, Y 601 
Svensson, E 215 


Tada, K 606, 621 
Tager,J M 315, 459 
Takada,G 156 
Taketa,K 616 
Tanaka, A 593 
Tanoue, A_ 189, 616 
Thompson,GN_ 74, 521 
Thorburn, DR_ 521 
Tichy,J 118 
Toft,PB 575 
Tokatli, A 371, 373 
Tokoro, T 718 
Tomatsu,S 601 
Tonin, P 301 
Tonnesen, T 267 
Toone, R 342, 627 
Toplak,H 60, 628 
Térés,I 372 
Tortori-Donati, P 112 
Toseland, P A 323 
Trefz,F K 362, 376 
Trijbels, J MF 67, 159 
Timer, Z 267 


Uchiyama, A 601 

Ueda, K 560 

Ugarte,M 366, 377, 661 
Ullrich, K 349 

Urban, A 151 

Uziel,G 301 


Vallance, HD 627 
Valle, D 327 

Van T’Hoff, W 254 
Vandevyver,C 369 
Vanier, MT 93 
Vanli,L 371 
Veneselli, E 112 
Venizelos, N 185 
Verelst,P 369 
Verma,IC 230 
Viana, MB 667 
Vianey-Saban, C 252 
Vilarinho,L 638 
Vilaseca, A 704 

De Vivo, DC 244 
Vollmer, B 732 


J. Inher. Metab. Dis. 17 (1994) 





766 


Voite,P A 642 


Wada, Y 611 
Wadman,SK 738 
Waisbren,SE 584 
Walter, J H 333, 345 


Wanders, RJ A 60, 291, 304, 315, 319, 336, 459, 


533, 626 
Wang,L Y 145 
Wang, T-R 255, 759 
Wang, W-C 255 
Ward,JC 250 
Wascher, TC 628 
Watkins, P 327 
Watson, AH 749 
Webster, ADB 135 
Weglage, J 349 
Weinberger, MJ 283 
Wendel, U_ 169, 636 
Westgren,M_ 185 
de Wet, WJ 738 
Wevers, R 67 
Wieacker,P 319 


J. Inher. Metab. Dis. 17 (1994) 


Author Index to Volume 17 


Wiesmann, UN_ 60 
Wijburg, FA 304 
Wilders-Truschnigg, M 628 
Wilson, J 533 

Winter, V_ 169, 275 
Wisniewski, KE 205 
Wolfsdorf, J L 234 
Woo,SLC 372 

Woolf, LI 246 


Yalaz,K 371 
Yamamoto, T 718 
Yilmaz, E 371, 373 
Young,1D 279 
Yousuf, Y 533 


Zabot, MT 748 
Zaff,J 584 

Zarra, ANF 667 
Zaunschirm, G 307 
Zeman, J 249 
Zschiesche,M 89 





J. Inher. Metab. Dis. 17 (1994) 767-770 


© SSIEM and Kluwer Academic Publishers. Printed in the Netherlands 


Subject Index to Volume 17 


acetoacetyl CoA accumulation, possible cause of 6- 
methyluracil production 81 

N-acetylgalactosamine-6-sulphate sulphatase gene 
601 

a-N-acetylgalactosaminidase 724 

acyl-CoA dehydrogenase, medium chain 
275, 554 

acylcarnitines profile in biotin deficiency model of 
multiple carboxylase deficiency in rats 678 

adenosine deaminase deficiency, late onset, 
biochemical changes 135 

S-adenosylmethionine concentration in CSF after 
betaine in methylenetetrahydrofolate 
reductase deficiency 560 

adrenoleukodystrophy 323, 628 

adults, requirement of continued therapy for GSD-1 
234 

aging 606 

alanine : glyoxylate aminotransferase 

albinism 123 

alkyldihydrox yacetonephosphate synthase 
deficiency 339 

allopurinol loading test, detection of OCT 
heterozygotes 133 

angiokeratoma 724 

arginase deficiency 254 

recurrent hyperammonemia 566 

argininosuccinate synthase deficiency 638 

arthrogryphosis, infantile, fatal 153 

arysulphatase A 500 

arylsulphatase A gene 311 

ascorbic acid therapy 632 

aspartoacylase, mutant gene 295 


74, 169, 


27, 336, 487 


B cells, in propionic acidaemia 250 

biotin deficiency model of multiple carboxylase 
deficiency, rats 678 

biotinidase deficiency 751 

branched chain a-ketoacid dehydrogenase, 
structure and mutations 3 


Canavan disease 295 

carbohydrate deficient glycoprotein syndrome 541 

cardiomyopathy 291, 756 

carnitine acylcarnitine translocase 271 

carnitine effects in biotin deficiency model of 
multiple carboxylase deficiency in rats 678 


carnitine supplementation 611 

carnitine, riboflavin, in treatment of complex I 
deficiency 196 

cataract in a patient heterozygous for galactosaemia 
and with type 1 diabetes 151 

ceruloplasmin assay 616 

chondrodysplasia punctata 60 

chorionic villi 185, 751 

cis-dec-4-enoic acid 554 

citrate and methylcitrate synthases, stereochemistry 
738 

citrullinaemia 638 

complex I 298 

deficiency, myopathy 196 

congenital adrenal hyperplasia 430 

CYP gene 430 

cystathionine-B-synthase 383 

cytochrome c oxidase deficiency 301 


diarrhoea, chloride losing, congenital, Korean 126 
dihydropyrimidine dehydrogenase defect 640 
clinical and biochemical results 130 
dihydroxyacetone phosphate acy] transferase 
deficiency, presentation as developmental 
delay 533 
L-DOPA, effect in phenylketonuria 349 


electron transfer enzymes 606 

enzyme replacement therapy 510 

epiphyseal punctate calcification without 
shortening, in DHAP-AT deficiency 533 

erucic acid (C,,,_,) toxicity, in peroxisome activity 
deficient cells 41 

ether phospholipids 315 

ethylmalonic acid, in urine 301 

expression 403 


fasting, fatty acid metabolism 74 
fatty acids 
in peroxisomal disorders 470 
in treated galactosaemia 247 
unsaturated in PKU treatment 630 
fatty acid oxidation defect 271, 279 
B-oxidation metabolites 169 
prenatal diagnosis 185, 279 
fetal toxicity 448 
fibroblasts’ concentration 23 





768 


FIGLU 642 

first trimester 751 

formiminotransferase 642 
fructose-1,6-bisphosphatase deficiency 333 
a-fucosidosis 255 


galactosaemia 23 
fatty acid status 247 
fibroblasts UDP-galactose concentration 23 
in Germany 
Q188R and 2 other mutations 149 
Duarte variants, N314D mutation 149 
gangliosides 104 
gangliosidosis 104 
Gaucher disease 85,510 
gene, number 391 
gene frequency 246 
genome, human 391 
Genome Data Base (GDB) 421 
glucocerebrosidase 510 
glucocerebrosidase gene Pvull polymorphism and 
M3705 mutation 85 
gluconeogenesis 333 
glucose transport 16 
a-D-glucosidase, acid, defect in Chinese (GSDII), 
point mutation C1932 to A, Asp 644 to Glu 
145 
glutaryl-CoA dehydrogenase deficiency 287 
glycine cleavage system, assay 342 
glycogen storage disease I, nocturnal glucose 
therapy in adults 234 
glycogen storage disease Ib 16 
glycogen storage disease II in Chinese, point 
mutation C1932 to A, Asp 644to Glu 145 


haemoglobin C disease 636 
B-hexosaminidase @ subunit gene 593 
holoceruloplasmin, assay 616 
homocystinuria 
aneurysm in 753 
mild 159 
molecular basis of 383 
homogentisic acid, alcaptonuria 632 
Human Genome Project 421 
Hunter syndrome, enzyme defect characterisation 
89 
hyaluronic acid 545 
hydantoinpropionic acid 642 
3-hydroxyacyl-CoA dehydrogenase, long-chain, 
prenatal diagnosis 185 
3-hydroxydicarboxylic aciduria, secondary 283 
3-hydroxyisovalerylcarnitine in tissues 678 
3-hydroxy-3-methylglutaryl-CoA lyase deficiency 
291 
3-hydroxy-3-methylglutaryl-CoA reductase 
inhibitors 718 
hyperammonaemia, recurrent related to menstrual 
cycle 566 
hyperglycinuria, familial 641 


J. Inher. Metab. Dis. 17 (1994) 


Subject Index to Volume 17 


hyperhomocysteinaemia 
mild, effect of vitamin B6 and folic acid 
treatment 159 
mild, in vascular patients 159 
hyperoxaluria 27 
hyperoxaluria type I 336, 487 
hyperphenylalaninaemias, south Brazil 223 
hypoglycaemia 244 
hypoxanthine 138 
hypoxanthine, phosphoribosyltransferase deficiency 
complete and partial, purine metabolism and 
clinical phenotype 138 


iduronate 2-sulphatase, in mucopolysaccharidosis 
type II skin fibroblasts 89 

IgG reduction/IgE elevation in PKU 710 

immunodeficiency, late onset in 2 sisters with 
adenosine deaminase deficiency 135 

imprinting 403 

India, amino acid disorders in 230 

interleukin-2 627 

intracellular targeting 459 


Kelley-Seegmuller syndrome see hypoxanthine 
phosphoribosy] transferase deficiency, partial 
138 


lactic acidaemia 189, 304, 627 

lactic acidosis, in complex I deficiency 196 

leukocyte, in prenatal diagnosis fault in glycogen 
storage disease 1b 16 

leukodystrophy 112 

leukotrienes 263 

loading tests, fibroblast, in gangliosidosis 104 

Lorenzo oil 628 

lysinuric protein intolerance 252 

lysosomal storage disease 500, 724 

lysosomal targeting 459 


macular halo 93 
magnetic resonance imaging abnormalities in 
controlled PKU 575 
malformations 442, 448 
malonyl-CoA carboxylase deficiency 636 
mannitol, plasma, raised in 3 patients with 
congenital cataracts 151 
maple syrup urine disease 115 
a review 1954-1993 3 
known mutations in Italians 652 
treatment 753 
medium-chain acyl-CoA dehydrogenase deficiency 
275, 554 
disease-causing 13bp insertion mutation 169 
medium chain fatty acids, production and 
disposal in 74 
medium chain fatty acids oxidation defect 74 
MELAS 634 
Menkes disease, genetic analysis 267 
mental retardation, associated with tetrahydropterin 
deficiency in south Brazil 223 





Subject Index to Volume 17 


metachromatic leukodystrophy 500 
genein 311 
methylcitrate 
possible metabolism to inhibitor of isocitrate 
dehydrogenase 738 
stereochemistry, enzymic production 738 
methylenetetrahydrofolate reductase deficiency, 
peripheral neuropathy 560 
methylmalonic acidaemia 611 
6-methyluracil excretion, in 2-methyl acetoacetyl- 
CoA thiolase (3-ketothiolase) deficiency 81 
microdeletions and dysmorphism 442 
mitochondria 67, 304, 487 
mutant mtDNA 249, 298, 606, 756 
Pearson syndrome 521 
3243 NP mutation 634 
mitochondrial creatine kinase 67 
mitochondrial import 459 
mitochondrial myopathy 307 
molybdenum cofactor deficiency 
monoamine oxidase 
deficiency 339 
mosaicism 442 
mouse, genetic imprinting 403 
mucolipidosis IV 545 
mucopolysaccharidosis Type II 89 
mulibrey nanism 626 
mutation analysis 661 
Canavan disease 664 
myopathy 67 


120, 142 


neuraminidase 118 

neuronal ceroid lipofuscinoses, mitochondrial ATP 
synthase subunit c in urine 205 

Niemann-Pick disease 93 

Niemann-Pick Type C fibroblasts 718 

>'P-NMR, monitoring improvement in treated 
complex I deficiency 196 

non-ketotic hyperglycinaemia, prenatal diagnosis 
342 

nucleotide sugars 23 


oculocutaneous albinism, tyrosinase negative, point 
mutation 123 

N-oligosaccharyltransferase 541 

ornithine aminotransferase, by 
5-fluoromethylornithine 691 

ornithine carbamoyltransferase, defect with 
inactivation of 691 

orotic acid, in urine 133, 243, 691 

orotic aciduria and hyperammonemia, decrease due 
to ornithine aminotransferase inactivation in 
OCT defect 691 

oxalate metabolism 27 

oxidation, in vivo, in medium chain fatty acids in 
MCAD deficiency 74 

oxidative phosphorylation 304 


PCCB gene 661 
Pearson syndrome, new mtDNA deletion 521 


769 


peroxisomal disorder 
621 
prenatal diagnosis 621 
peroxisomal import 459, 487 
peroxisome control mechanisms 41 
peroxisome membrane proteins 327 
personality disorders of Minnesota multiphasic 
personality inventory, after diet termination 
in phenylketonuria 584 
phenylalanine hydroxylase gene 356, 359, 362 
phenylketonuria 242, 246, 369, 371, 372, 373, 
374, 376, 377, 641 
arachidonic and docosahexaenoic acid, dietary 
changes linked to brain development 704 
compound heterozygosity in varying phenotypes 
including mild hyperphenylalaninaemia 645 
diet, effects on IgE elevation 710 
dietary control, improves MRI imaging changes 
575 
genotype 356, 359, 362 
increased allergies 710 
in Orientals, genotype and phenotype 
correlations 156 
L-DOPA treatment 349 
maternal 33 
unsaturated fatty acids in treatment 630 
mutation in phenylalanine hydroxylase alters 
phemetabolism 215 
new mutations 645 
phenotype, Spanish 366 
personality disorders 584 
plasma concentrations lower (22:6 n—3) higher 
(18:2 n-6) polyunsaturated, fatty acids on 
diet 704 
phosphorylase b kinase 
deficiency 116 
possible case associated with muscle 
glycogenosis 153 
phytanic acid 211, 287 
impaired a@-oxidation in respiratory chain defects 
527 
mitochondrial oxidation 527 
platelet function 628 
population genetics 376 
post-natal regression of glucose transport, in 
glycogen storage disease 1b 16 
prenatal diagnosis 185, 279, 304, 621, 664, 732, 
751 
primary hyperoxaluria type | 487 
pristanic acid 211 
prolidase deficiency 345 
propionic acidaemia 250, 611 
treatment 753 
propionylearnitine 611 
pyruvate dehydrogenase complex deficiency 627 
pyruvate dehydrogenase E,_, subunit, mutation 
between phosphorylation sites, 2 families 
189 
pyruvate oxidation 67 
6-pyruvoyl tetrahydropterin synthase deficiency 


27, 211, 315, 319, 323, 470, 


J. Inher. Metab. Dis. 17 (1994) 





770 


frequency high in south Brazil 223 
prenatal diagnosis in 7 subjects 163 


Refsum disease 211, 287 
infantile 323 
mitochondrial defects 527 
respiratory chain defects 283, 304, 307 
reversion of peroxisome deficient cells after 
selection pressure in vitro 41 
riboflavin status in treatment 242 


saponin permeabilization 307 

sialidosis without sialyloligosacchariduria 118 

sialyloligosaccharides 724 

signal peptide sequence 459 

Silver—Russell syndrome 244 

Sjégren—Larsson syndrome 112 

sparse-fur mice, with ornithine 

carbamoyltransferase defect 691 

sphingomyelin degradation 93 

spingolipidoses 104 

steroid 21-hydroxylase 430 

structural abnormalities 330 

succinic semialdehyde dehydrogenase deficiency 
fluorometric enzyme assay 732 
isotope dilution GC-MS metabolite assay 732 
prenatal diagnosis 732 

sulphite 120 

sulphite oxidase deficiency 638 


J. Inher. Metab. Dis. 17 (1994) 


Subject Index to Volume 17 


syndromes 442 


tandem repeats 376 
Tay-Sachs disease 593 
teratology 448 
thiamine 
defect in response in megaloblastic anaemia 
667 
specific membrane carrier 667 
thiamin transport and pyrophorphorylation in rbc 
667 
thiosulphate 120 
tyrosinase deficiency 123 


UDP-galactose 23 
UDP-glucose 23 


urea cycle 566 
uric acid 138 


very long chain fatty acids 323 
visual evoked potential, in phenylketonuria 349 


Wilson disease, screening 616 
W-particle 621 


xanthine 138 


Zellweger syndrome 319, 470 








